V.1 was the first child born to healthy non-consan-
Before appropriate DNA studies can be performed, a clinical diagnosis must be made. Our first patient was incorrectly diagnosed as having a disorder with little or no genetic component. The typical eye findings are well described in almost all reports, but we suggest that the gestalt of Norrie disease may also help in diagnosis. The differential diagnosis includes retrolental fibroplasia of premature babies subjected to oxygen therapy, intrauterine infections especially toxoplasmosis, retinoblastoma, primary hyperplastic vitreous, and perhaps Lowe's syndrome.
In our family the affected boys are deleted at the DXS7 locus but the deletion does not extend distally as far as the OTC or DXS84 loci. The obligate carriers 11I.4 and IV.2 must be hemizygous for DXS7; the females at risk IV.5 and V.3, might be hemizygous or homozygous. We cannot measure gene dosage on Southern blots reliably enough for diagnostic use; in addition the husband of each obligate carrier has the same DXS7 type as his wife, which rules out the possibility of seeing aberrant segregation of DXS7 types (apparent non-maternity) in daughters who have inherited the deletion. Thus, we are unable to assess the carrier status of IV.5 and V.3 using L1.28.
Family members are informative for RFLPs at the OTC and DXS84 loci. IV.5 has the opposite OTC allele, and V.3 the opposite DXS84 allele, to the deleted X in the affected boys. This suggests that neither girl carries the deletion. Unfortunately, recombination makes this prediction unreliable. The peak lod scores for Li 28 versus OTC and DXS84 are at 0=0.15 and 0.20 respectively.'4 The asymmetry of the lod score curve means that the average error rate is rather greater than these recombination fractions (J H Edwards, 1987, personal communication), even assuming the NDP locus does not lie significantly proximal to DXS7. Therefore, IV.5 and V.4 have an appreciable risk of carrying the deletion, and they will be offered fetal sexing and L128 studies in any pregnancies. 
